31 cm. Apgar score was 10 at 1 minute and 5 minutes. Fourteen hours after birth the child was admitted to the neonatal department because of cyanosis. During the following days there were further episodes of apnoea and convulsions, successfully treated with phenobarbital.
The infant presented hypertonia, a prominent occiput, retromicrognathia, a high nasal bridge, and rotated ears which were of normal size and location. There was a weak systolic murmur, and the anus was displaced anteriorly and separated from the vaginal orifice by a septum. The hips could be abducted only with difficulty, but there was no dislocation. When the child was 6 months old, computerised tomography of the brain showed cerebral atrophy. Radiography of the chest showed 13 ribs bilaterally, but the heart and lungs were normal.
At 15 months of age there were delayed milestones and growth retardation. The length was 75 cm and weight 7 4 reported three sibs with partial trisomy 21 (q22-2-*pter) who showed the typical Down's phenotype, apart from the dermatoglyphs. This was probably because of the absence of a triplicate 21q22 1 band. Cantu et al5 described a boy with partial trisomy 21q22-1 and 21q22-2 and concomitant monosomy of 21q22 3 owing to presumptive complex breaks and rearrangements in chromosome 21. The signs included some characteristics of Down's syndrome, probably due to trisomy 21 (q22.1-1q22-2), and also some antimongoloid features, such as large ears, micrognathia, and prominent nasal bridge, probably due to monosomy 21q22 3. In the present case, the demonstration of normal activity of SOD-1 confirms that the breakpoint is distal to 21q22 1. 22-2) . The case reported by Mikkelsen and Vestermark7 was a mosaic, and in the case of Yamamoto et al8 mosaicism could not be ruled out since only peripheral lymphocytes were examined.
The presence of the chromosomal abnormality in both lymphocytes and skin fibroblasts makes it unlikely that the present case is a mosaic.
We also noticed clinical similarities between reported cases of r (21) 
